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TOM TAT

Ho6i ching Hutchinson-Gilford (Hutchinson-
Gilford Progeria Syndrome, HGPS) la mot r6i loan
di truyén rat hiém gap, thuong do dot bién gen
LMNA theo co ché di truyén trdi trén nhiém sac
thé thudng, dan dén su san xudt protein progerin
bat thudng. Su tich Iy progerin gdy réi loan cau
trdc mang nhan té bao va thuc ddy qua trinh lao
héa sém, tur d6 anh hudng dén nhiéu co quan,
bao gébm da, hé co - xuong va hé tim mach. Bénh
c6 tién lugng nang, vai tudi tho trung binh chi
khodng 8 - 20 nam; nguyén nhan t& vong chu
yéu lién quan dén xo viia ddéng mach tién trién
sdm va cac bién ¢6 tim mach, mach mau 16n. Biéu
hién da thudng khéi phat trong hai nam dau doi
va déng vai trd quan trong trong ggi y chan doan
sém. Cac ddu hiéu dién hinh bao gém teo da,
gidm mdé ma duéi da, xa cling da va cac thay ddi
mang dac diém lao hoa sém. Mac du tién lugng
con dé dat, cac liéu phap diéu tri dich, dac biét la
thudc tc ché farnesyltransferase nhu lonafarnib,
da dugc chiing minh c6 kha nang cai thién chat
luong séng va kéo dai thoi gian séng thém trung
binh 4 - 5 nam so véi bénh nhan khéng dugc diéu
tri. Trong bdo cdo nay, chung t6i mé ta trudng
hop mét tré 3 thang tuéi dugc chan doan HGPS
vGi bi€u hién xo ciing da khai phat s6m ngay tu
thang dau sau sinh va dugc xac nhan bang phan
tich di truyén hoc, qua d6 gép phan nhan manh
vai trd clia cac biéu hién da trong phat hién sém
bénh ly nay.
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1.GIGI THIEU

Hoi ching Hutchinson-Gilford (Hutchinson-
Gilford Progeria Syndrome, HGPS) la mot réi
loan di truyén cuc ky hiém gap, dac trung bai
tinh trang lao hdéa sé6m xay ra & nhiéu cg quan.
Trong d6, hé tim mach chiu anh hudng nang né
nhat va dugc xem la nguyén nhan ti vong chu
yéu, gan nhu duy nhat, & bénh nhan mac HGPS.
Mac du bat ngudn tir dot bién gen xay ra trong
giai doan bao thai, bénh thudng khéong duogc
nhan biét ngay sau sinh ma c6 xu hudng khai
phat muon, chu yéu trong khoang tur 6 dén 18
thang tudi. Tién lugng bénh rat dé dat, vai tudi
tho trung binh khoang 14,5 nam (doi: 10.1161/
CIRCULATIONAHA.113.008285). Chan doan xac
dinh HGPS dua trén xét nghiém di truyén phan t
nham phat hién dét bién dac hiéu ctia gen LMNA,
dan dén su tich ldy protein progerin va gay tén
thuang cau trdic mang nhan té bao. Viéc phat hién
sédm bénh c6 vai tro quan trong, gilp cac bac si
lam sang xay dung ké hoach theo déi tim mach
dinh ky nham phat hién va can thiép sé6m cac bién
chung tim mach va mach mau tién trién. Bén canh
dé, chan doan sém con gép phan dinh huéng cac
bién phap hé trg nham cai thién chat lugng séng
va tu van vé cac liéu phap diéu tri mdi, trong dé
c6 cac thudc diéu tri dich da dugc chiing minh ¢
kha nang kéo dai thai gian song. Trong bédo céo
nay, chung téi trinh bay mot trudng hgp HGPS c¢6
tén thuang da khai phat sém ngay tir thang dau
ddi, dugc ghi nhan va danh gia tai Bénh vién Da
liéu Trung uong.
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2.CALAM SANG

Bénh nhi nam, 3 thang tudi, dugc dua dén
kham tai Bénh vién Da liéu Trung uong vi tinh
trang day cung da lan téa & tay, chan va than
minh. Tén thuang khéi phat khi tré dugc 1 thang
tudi vdi biéu hién xo cing da vung cdng chan hai
bén, sau dé tién trién nhanh, lan Ién viing bung,
lung, hai tay va gan nhu toan bo co thé. Mic do
X0 cung da tdng dan va trd nén ro rét khi tré 3
thang tubi. Kém theo do, tré xuat hién rdi loan
sac t6 dang loang 16 & vung chan va bung; cac
mach mau néng dudi da viing nguc néi rd; nim
vl nho cao va dé quan sat. Khong ghi nhan tinh
trang rung toc, 16ng may hodc 16ng mi. Tién su
san khoa cho thay tré la con thu hai trong gia
dinh, dugc sinh mé & tuan thai thd 37, can nang
lic sinh 2,3 kg. Trong hai thang dau ddi, tré tang
can tét, trung binh khodng 1 kg méi thang. Tuy
nhién, sang thang thu ba, téc dé tang can cham
lai, chi tdng thém 0,3 kg. Tai thai diém tham kham,
tré nang 4,6 kg, bu me hoan toan, khd nang bu
t6t; khong ghi nhan bat thudng vé phat trién van
déng hodac than kinh. Gia dinh khong ghi nhan
truong hop nao mac bénh ly tuong ty. Anh trai 6
tudi cta bénh nhi khée manh va phat trién binh
thudng. Khong ghi nhan tién sir hon nhan can
huyét trong gia dinh.
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Hinh 1. Anh Idm sang cta bénh nhén
(Nguén: Khoa Giai phau bénh - Bénh vién Da liéu

Trung uong)

Bénh nhi duogc chi dinh thuc hién cac xét
nghiém can lam sang toan dién. Cac xét nghiém
co ban, bao gom huyét hoc va sinh héa mau, déu
trong gidi han binh thudng, khéng ggi y tinh
trang viém hé thong hoac réi loan chic nang
cd quan. Vé chan doéan hinh anh, siéu am thép
va siéu am khdp hang cho két qua binh thudng.
X-quang khdp goi, khép hang hai bén, xuong ban
- ngdn tay va xuong ban - ngén chan khéng ghi
nhan bat thudng vé cau trdc xuong hoac cac dau
hiéu loan san. Cong hudng tu (MRI) xuong dui
cho thdy hinh anh day mé dudgi da vung dui hai
bén, phu hgp vai tinh trang xa ciing mé mém; cac
cau tric xuang khong phat hién bat thudng. Cac
xét nghiém mién dich, bao gbm ANA (HEp-2) va
khang thé Scl-70, déu am tinh, gép phan loai tri
cac bénh ly mo lién két tu mién thudng gép co
biéu hién xa cling da.

Két qua mé bénh hoc cho thdy thugng bi cé
dé day tuang déi binh thudng nhung tang sac to
nhe. Trung bi ghi nhan cau tric collagen tuong
déi dong déu, khong thay hién tugng bo soi
collagen bat thuong. Tai ha bi, quan sat thay tang
sinh collagen quanh cac vach ctia thuy mé kém
tham nhiém té bao viém, ch( yéu la lympho bao
va bach c4u ai toan. Hinh anh mé bénh hoc nay
ggiy tinh trang xo héa mé dudi da.
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(Nguén: Khoa Gidi phdu bénh - Bénh vién Da liéu Trung uong)

Xét nghiém di truyén: Phan tich gen ghi nhan mét bién thé gay bénh & trang thai di hgp tur trén
gen LMNA. Bién thé nay da duoc xac dinh cé lién quan dén ca ché bénh sinh ctia hdi chiing Hutchinson-
Gilford Progeria (HGPS) va pht hgp vai ki€u di truyén troi trén nhiém sac thé thudng. Két quéa xét nghiém
di truyén cling c6 chan doén xéac dinh HGPS & bénh nhi.

3.BAN LUAN

H6i chung lao hdéa sém Hutchinson-Gilford
(Hutchinson-Gilford Progeria Syndrome, HGPS)
la moét réi loan di truyén cuc ky hiém gap, véi ty
lé méc udc tinh khodng 1/8 triéu tré sinh song.!
Bénh chu yéu do dét bién méi phat sinh (de novo)
trén gen LMNA, dan dén su hinh thanh progerin -
mot dang lamin A bat thudng. Sutich |Gy progerin
gdy mat 6n dinh mang nhan, lam tang tinh dé tén
thuong té€ bao va thuc ddy qua trinh chét té bao
s6m, tir d6 gay ra tinh trang lao hoa hé théng.?

HGPS anh huéng da co quan, bao gom da, hé
co - xuong, hé tim mach va hé than kinh. Trong
dé, cac biéu hién da thudng la ddu hiéu khai phat
s6m nhat. Cac tén thuong dac trung bao gém da
dang xa ciing bi, mach mau néng ndi rd, réi loan
sac t6 va rung toc, thudng xuat hién trong vong
12 thang dau doi2 Nghién ctu cta Jillian F. Rork
va cdng su (2014) trén 39 bénh nhi HGPS cho thay

tén thuong da phé bién nhat Ia cac mang da dang
X0 cUng bi & vung bung va hai chi duéi (78%), v&i
biéu hién mang da cling, san, khong dau va co
ranh giGi khéng ré. Mat I6p mé dudi da khién tinh
mach tr@ nén néi rd, dac biét & da dau khi tinh
trang rung toc tién trién. Tré thudng ¢ day du toc
khi chao ddi, vGi do tudi trung binh bat dau rung
téc la khodng 10 thang; kiéu rung toc thudng bat
dau & vung thai duong va cham, trong khi viing
dinh dau dugc bao tén lau hon.?

Hé tim mach la co quan chiu anh hudng nang
nhat, dac trung béi xo vita ddng mach tién trién
sdm, mat té bao co tron mach mau, xo héa va voi
héa van tim, cing véi xo hoa co tim. Cac bién c6
tim mach nghiém trong nhu nhéi mau co tim, suy
tim va dét quy la nguyén nhan t& vong chd yéu &
bénh nhan HGPS.#

Trong ti€p can chan doan & tré so sinh c6 biéu
hién xo cliing da lan tda, can luu y phan biét véi
Sclerema neonatorum - mét bénh ly hiém gap véi
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dac diém xo ciing lan tda trir long ban tay va long
ban chan, da dinh chat vao co va xuang bén dudi,
gay han ché van dong, khé thé va bu kém, thudng
c6 tién lugng nang. M6 bénh hoc trong Sclerema
neonatorum cho thay su hién dién ctia cac dai xo
tang sinh trong m6 ma& duéi da, véi tham nhiém
viém rat thua thot.®

Vé diéu tri, nhimg nam gan day da ghi
nhan nhiéu tién bd quan trong. Nhém thudc
farnesyltransferase inhibitors (FTls), dién hinh
la lonafarnib, da tra thanh liéu phap diéu tri dac
hiéu dau tién dugc phé duyét cho HGPS.® Thudc
cb ca ché Uic ché qua trinh farnesyl héa prelamin
A, tir d6 giam tich tu progerin trong nhan té bao.
D{r liéu 1dm sang cho thay lonafarnib gitp cai
thién d6é dan héi mach mau, tang mat dé xuong,
cdi thién khd ndng van déng va kéo dai thaoi gian
s6ng trung binh thém khodng 2,5 nam so véi
bénh nhan khéng dugc diéu tri.” Ngoai liéu phap
dac hiéu, cham séc hé tro toan dién ciing déng
vai trd quan trong, bao gom t6i uu dinh duéng,
vat ly tri liéu duy tri van déng, xt tri bién ching
xuong khap, st dung aspirin liéu thap nham giam
nguy co bién ¢6 tim mach - than kinh, cing cac
bién phap hé trg khac.

4. KET LUAN

Trong HGPS, cac biéu hién da thuong la
nhiing dau hiéu kha@i phat sém nhat va déng vai
trd dinh huéng quan trong trong chan doén, xuat
hién trudc khi hinh thanh day du cac ton thuong &
nhitng ca quan khac. O trudng hop nay, tinh trang
da dang xo cung bi lan téa kém theo cac tinh
mach néng néi ré da goi y manh mé dén HGPS
ngay tU nhirng thang dau dai. Viéc nhan dién sém
céac thay déi da dac trung, két hop vai phan tich
di truyén phat hién dot bién trén gen LMNA, cho
phép thiét 1ap chan doan xac dinh sém va m& ra
co hoi can thiép kip thai, gop phan cai thién tién
lugng cho bénh nhi.
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SUMMARY

EARLY-ONSET CUTANEOUS SCLEROSIS IN INFANCY: A RARE CASE OF HUTCHINSON-
GILFORD PROGERIA SYNDROME

Hutchinson-Gilford Progeria Syndrome (HGPS)isan extremelyrare geneticdisorder,mostcommonly
caused by autosomal dominant mutations in the LMNA gene, leading to the production of abnormal
progerin protein. Accumulation of progerin disrupts nuclear envelope architecture and accelerates
premature aging, resulting in multisystem involvement including dermatologic, musculoskeletal, and
cardiovascular manifestations. The disease carries a poor prognosis, with an average life expectancy
of approximately 8 - 20 years; mortality is primarily attributable to rapidly progressive atherosclerosis
and major cardiovascular events. Cutaneous manifestations typically emerge within the first two years
of life and play a pivotal role in early diagnostic recognition. Characteristic features include dermal
atrophy, loss of subcutaneous fat, scleroderma-like changes, and premature aging phenotypes.
Although prognosis remains guarded, targeted therapies - particularly farnesyltransferase inhibitors
such as lonafarnib - have demonstrated improvements in quality of life and extension of survival by
an average of 4 - 5 years compared with untreated patients. In this report, we describe a case of a
3-month-old infant diagnosed with HGPS, presenting with early-onset cutaneous sclerosis from the
first month of life, confirmed by genetic analysis. This case underscores the critical role of dermatologic
findings in the early detection of this devastating condition.

Keywords: Hutchinson-Gilford progeria syndrome; early-onset cutaneous sclerosis; pediatric
dermatology; genetic skin disorders
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